SUPPLEMENTARY
The score variation difference between wild type and mutation of more than 10% for HSF and 30% for MaxEntScan and NNSPLICE was considered as resulting into splicing defectSUPPLEMENTARY FIGURE S1. Targeted next generation sequencing of cDNA spanning SLC4A11 exon 16 and 17.
(A) Aberrant splicing in a carrier of the c.2240+5G>A showing a mix of transcripts involving insertion of 6 bp and retention of intron 16. In comparison analysis of intron 16 in the control sample revealed only background noise (< 5 reads) (B) Reads with retained intron 16 contained the c.2240+5A variant (red arrow) confirming that only the mutant allele is transcribed.
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